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ABSTRACT 
 

When talking about "Melanoma" it is easy to think that it is a malignant tumor produced by the 
alteration of melanocytes, but we leave aside that there can also be melanomas in the mucous 
membrane, it is certainly an atypical presentation but not impossible. Now, a melanoma in the anal 
mucosa is still an atypical and unusual presentation, adding that its symptoms are variable, and 
can be confused with any other pathology, which makes its diagnosis difficult and impoverishes its 
prognosis as there is no early treatment.  
We present the case of a woman in her sixth decade of life, with non-specific symptoms in the anal 
region. Being a rare case, it is right to emphasize its clinicopathological importance. 
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1. INTRODUCTION 
 

A melanoma is a tumor araised from produced 
by the malignant transformation of melanocytes. 
Melanocytes may arise in other places where 

neural crest cells migrate, such as the 
gastrointestinal tract and the brain. 
 
Melanomas of the mucosa are neoplasms that 
arise from melanocytes of the epithelium of oral 
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and nasal cavities, conjunctiva, genitourinary 
tract and anorectal area, these are the common 
types of mucosal melanomas [1-4]. 
 

Some DNA viruses have been investigated in few 

studies, herpesviruses, Epstein Barr Virus, 
poliomavirus, parvoviruses, papillomavirus and 
B19 virus, finding in all studied cases, results 
statistically negatives, in patients with mucosal 
melanoma [5-6]. 
 
There are many types of genetical aberrations 
that affects the landscape of these pathologies, 
alterations of SF3B1, KIT and NF1 are the more 
common and studied, although BRAF, NRAS              
and other mutations investigated. Recently 
PI3K/mTOR and MEK pathways are being 
studied in diverse clinical trials as a treatment 
options [7-8]. 

 
Newell, et al, described a cases in wich a 
genomical alterations, structural DNA variants, 
mutated genes, cancer driver gene mutations, 
telomere length had a severe clinical implications 
[9]. 

 
Anorectal melanoma is a very rare and highly 
malignancy tumor with a poor survival with a less 
than 5 years of surveillance in 10% of patients. 
Typical symptoms, such as anal itching or rectal 
pain can mimic hemorrhoids or rectal polyps. It is 
limited the knowledge about the etiology, 
pathogenesis and genetics, these, makes correct 
and timely diagnosis difficult. It represents only 
1.3% of all melanomas and 16.5% of mucosal 
melanomas [10-12].  The prevalence is 1.6 to 2.3 
times higher in women than in men. Lesions can 
affect anal canal, rectum, or both, but the 
majority of tumors are located within 6 cm 
proximal to the anal verge. 20 to 30% are 
amelanotic, and resemble polypoid lesions 

endoscopically, nonspecific symptoms may 
contribute to misdiagnosis [13]. 
 

The diagnosis is always made by biopsy and 
immunohistochemistry. Colonoscopy combined 
with biopsy and pathological examination allow 
precision in the diagnosis. Histology and 
immunohistochemistry are the gold standard 
diagnostic method. Histological examination 
characterizes the lesions according to their cell 
type, degree of melanin pigmentation, and mitotic 
index. Mucosal melanomas show a high degree 
of nuclear pleomorphism, and may be epitheloid 
or fusiform morphology and frequently present 
melanin granules. Immunohistochemical 
diagnosis is possible thanks to the antibodies 
protein S-100, HMB-45, Melan A/Mart-1 [14]. 

 

2. CASE PRESENTATION 
 

A female farmer with 51-year-old, who presented 
to consultation due for rectal prolapse of 1 month 
of evolution and progressive increase of pain. 
The patient only reported a sensation of a foreign 
body in the anal region. Physical examination 
revealed indurated neoplasia in the posterior 
anal margin; and a significant weight loss of 
more than 10 kilograms in 4 months and bad 
general condition, due to the clinical findings, it 
was decided surgical resection with wide surgical 
margins. 
  

After the surgical resection of the lesion, the 
patient no longer went to the hospital for 
unknown causes. 
 

In the pathology department, was received a 
polypoid specimen, that measured 6x4x3 
centimeters, with a pedicle 1.5 centimeters of 
long, semi-firm consistency, surface gray-brown 
(Fig. 1A), at cut surface is solid, homogeneous 
brown with hemorrhagic areas (Fig. 1B).   

 

 
 

Fig. 1. A) Hemispherical tissue with an irregular surface, gray-brown in color, slightly lobed, 
measuring 6x4x3 centimeters and a pedicle of 1.5 centimeters. B) At cut, homogeneous, solid, 

reddish-brown surface 
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Fig. 2. A) (4x): Cells in the papillary and deep dermis, which diffuse infiltrating and form 
nodules and it is divided by connective tissue septa. B-C) (40x) Cells with ovoid to polyhedral 
cytoplasm with ovoid nuclei, with a prominent and reddish nucleolus, accompanied by brown 

pigment 
 

 
 

Fig. 3. Photomicrographs of histological sections of immunohistochemistry. A) (40x) CD117 
staining pattern in cytoplasm of intensely positive melanoma cells. B) (40x) HMB45 positive 

staining pattern in cytoplasm of neoplastic cells. C) (40x) PS100 cytoplasmic staining pattern 
in positive melanoma cells 

 
Histology reported cells with ovoid to                   
polyhedral cytoplasm, ovoid nuclei, with 
prominent and reddish nucleoli, accompanied by 
brown pigment with diffusely infiltrating of                       
the submucosa and form nodules divided                     
by connective tissue septa (Fig. 2A-                                
2C). 

 
Immunolabeling was performed to confirm the 
diagnosis (Fig. 3A-3C). 

3. DISCUSSION 
 
Melanoma is defined as a malignant tumor 
originating from melanocytes, consequently its 
extension can be wide, throughout the entire 
neural crest, and therefore it can be found not 
only on the skin and also in the mucous 
membranes. In the case of cutaneous 
melanoma, it is a well-recognized neoplasm. 
However, its location in the anal mucosa is 
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uncommon and difficult to diagnose. Regarding 
this case, a mucosal melanoma covers 1% of all 
melanomas, which considers this case rare. 
Mucosal locations make early diagnosis difficult, 
mainly for their ambiguous clinical 
manifestations, for both the patient and the 
doctor. Knowledge regarding mucosal melanoma 
is scarce; strictly placing ourselves in the 
anorectal region, this                pathology 
accounts for 0.1-4.6% of anal tumors and 
between 16.5% of mucosal melanomas               
[10] 

 
It usually presents with an age range between 
the fourth and seventh decade of life, so its age 
range is quite wide. It shows a higher incidence 
in women than in men, however, specific risk 
factors have not yet been identified. Unlike skin 
melanoma, which has been directly linked to 
exposure to ultraviolet rays, tobacco use, or 
human papillomavirus infection; for its part, in the 
case of melanoma of the anal mucosa, there are 
no well-established causal factors; however, 
related cases have been described in patients 
with infection by the human immunodeficiency 
virus, where intensity and duration of 
immunodeficiency in the immune system play an 
important role [11].  

 
As it is so rare and has a poor prognosis, it is 
important to generate literature to develop 
adequate clinical management in these patients 
and in the future to carry out adequate 
therapeutic management. To date, there is no 
established therapeutic guideline [12]. 

 
It is worth emphasizing the multidisciplinary 
treatment that should be imperative in the 
management of these patients, since aggressive 
treatment will lead to a decline in quality of life, 
due to complications that may arise after 
treatment [13-14]. 

 
4. CONCLUSION 
 
Melanoma in the anorectal mucosa is a rare 
tumor with quite aggressive behavior and a poor 
prognosis for life. The clinical, biological and 
molecular characteristics make mucosal 
melanoma discordant with his cutaneous 
counterpart. Surgical treatment with wide 
margins in localized cases continues to be the 
method of choice, however there is no optimal 
treatment. Target therapy in cases of metastasis 
is still in the research process so it can offer an 

important influence on the prognosis in the long 
term.  
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